[Identification of a novel FBN1 variant in a pedigree affected with Marfan syndrome].
To explore the genetic basis for a pedigree affected with Marfan syndrome (MFS). Clinical data of the patients was collected. With genomic DNA extracted from peripheral blood samples, potential mutation was detected by targeted exome sequencing. Candidate variants were validated by Sanger sequencing and bioinformatic analysis. Targeted exome sequencing and Sanger sequencing revealed a missense c.649T to C(p.Trp217Arg) variant in the exon 7 of FBN1 gene, which was unreported previously. Bioinformatics analysis suggested that the variant can cause amino acid replacement and affect the structure and function of fibrillin-1. A novel missense variant of the FBN1 gene was identified, which probably underlies the autosomal dominant MFS in this pedigree.